fetal death. Fetal karyotype was normal. No immunological or infectious cause for the tumors was found.
The definitive diagnosis was confirmed at autopsy, which showed multiple macroscopic and microscopic rhabdomyomas in the myocardium, associated with multifocal cortical tubers in the brain, which is consistent with tuberous sclerosis. No cardiac flow obstruction was found at autopsy, and fetal polyhydramnios was thought to be secondary to transient severe cardiac dysrhythmia.
Tuberous sclerosis is most often due to sporadic mutations at 2 gene loci (TSC1 and TSC2). Because to date there is no prenatal diagnosis for these mutations, meticulous description of echocardiographic images is essential for counseling parents. Rhabdomyoma should be differentiated from other tumors and cardiac foci that have a very different prognosis.
